Gastrointestinal angiodysplasia can be encountered in cases with aortic stenosis, inflammatory gastrointestinal conditions, von Willebrand disease or vascular damage, and degenerative changes. Predisposing factors have been described in four adults with vascular ectasia located in the stomach, duodenum, and the distal esophagus. Here, we report a 2-month-old infant with vascular ectasia in the proximal esophagus and diagnosed by molecular karyotyping. This is the first case of vascular ectasia in the proximal esophagus in a pediatric patient.
Introduction
Vascular ectasia has been previously reported in four adult patients who had predisposing factors; however, literature review did not find such condition in pediatric patients. Here, we demonstrate the first report of vascular ectasia in the proximal esophagus in a pediatric patient.
Case Report
A 2-month-old female infant presented with crying and restlessness to our pediatric emergency unit. This baby girl was delivered at 38 weeks gestational via cesarean section with birth weight of 3,160 g. She was admitted to the neonatal intensive care unit (NICU) because of respiratory distress. She was identified to have an atrial septal defect, a ventricular septal defect, and patent ductus arteriosus by echocardiography when she was in NICU.
Upon the admission of 2-month of age, she was restless, but still revealed an interest for her surroundings. The body temperature was 36°C, the heart rate was 160 beats/min, the respiratory rate was 32 breaths/min, and the blood pressure was 80/50 mm/Hg. On inspection, she had dysmorphic features; therefore, genetic testing and counseling were initiated. On auscultation, there was a grade 3/6 systolic murmur. Examinations of the other organ systems showed normal results.
The patient did not have respiratory distress as shown in her neonatal period, and stridor was observed during inspiration. Pulmonary X-ray was normal, and she did not have signs of an active infection. She was suspected of having laryngomalacia, anomalies of the upper respiratory tract, or foreign body. The otorhinolaryngology check-up by using endoscopy revealed a mass located in the postsinusoidal region and in the entrance of the esophagus extending to the laryngeal lumen. It was considered to be a hemangioma. The
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► angiodysplasia ► vascular ectasia ► duplication of chromosome 2 ► molecular karyotyping patient was then admitted to the pediatric inpatient unit for further investigations. Magnetic resonance imaging of the neck showed normal results. No gastrointestinal bleeding was found and the stridor on deep inspiration remained. The edematous mass was located in the postcricoid, interarytenoid region and involved the anterior wall of the esophagus. It was excised with CO 2 laser under laryngoscopy, bronchoscopy, and esophagoscopy. The pathological examination of the mass revealed a diagnosis of vascular ectasia, with dilated, tortuous mucosal capillaries and fibrin thrombi, surrounded by fibrohyalinosis with fibromuscular hyperplasia of lamina propria (►Fig. 1). The lesion showed mild chronic inflammation in the superficial lamina propria. Postsurgical follow-up did not reveal any additional issues. No other medical treatment has been introduced.
The clinical genetic evaluation showed that this baby girl had long face, microphthalmia, epicanthal folds, strabismus, cup shaped ears, broad and short philtrum, bilateral clinodactyly, and hockey line. She had mildly motor development delay, although her measurements were normal (head circumference and weight: 25-50th centile; length: 50-75th centile). The karyotype analysis was normal (46,XX); however, chromosomal microarray analysis using the Affymetrix CytoScan Optima platform identified a 11.5 Mb distal deletion of 4q34.3-q35.2 and a 13.5 Mb distal duplication at 2p24.3-25.3 (►Table 1). Parental studies including the cytogenetic analysis and molecular karyotyping revealed normal results.
Discussion
Angiodysplasia presents with massive or repeated bleedings and anemia. If the lesion is seen endoscopically, it is bright red, flat, and well-defined or looks like Dryopteris filix-mas. 1 Angiodysplasia usually appears in the stomach and duodenum and is rarely seen in the esophagus. 2 It may appear in the presence of aortic stenosis, inflammatory gastrointestinal conditions, and von Willebrand disease. Mechanical factors, such as vascular damage due to bleeding into the submucosal system caused by vigorous peristalsis or increased intraluminal pressure, may play a role in some cases. 1, 3 In addition, it may result from progressive enlargement of the normal vascular structures due to vascular degenerative changes in advanced age. Most cases of angiodysplasia have mucosal and submucosal lesions that are not seen on macroscopic examination. 1 Okano Most of the cases in literature with gastric antral vascular ectasia related to the portal hypertension and hepatic cirrhosis. Clinical heterogeneity makes it difficult to differentiate the gastric antral vascular ectasia that occurred due to neurohumoral factors from portal hypertensive gastropathy, which is more related to vascular congestion and edema, though the pathophysiology and treatment strategies are different. 8, 9 Portal hypertensive gastropathy is mostly treated with medical treatment agents; in contrast, laser is mostly used in the treatment of gastric antral vascular ectasia. 10 When a patient had avascular ectasia which is located at the proximal of esophagus, there was no other chronic diseases. The vascular ectasia in this patient had extended from the proximal of esophagus to the larynx with the finding of upper airway obstruction, which could be caused by infections, structural anomalies such as laryngomalacia, congenital vocal cord paralysis, subglottic stenosis, hemangioma, or cystic hygroma. 11, 12 There have been four adult cases of vascular ectasia in esophagus reported in the literature. The case presented here is the first pediatric case of vascular ectasia accompanied with submicroscopic chromosomal anomalies. In the previously reported cases, the vascular ectasias have been located in the distal and middle esophagus and the gastric antral regions. The vascular ectasia in our case is located in the proximal esophagus. In addition, the previous cases have been reported to have various acquired and mechanical predisposing factors, whereas the present case does not have any predisposing factors. Therefore, vascular ectasia could be attributed to unbalanced chromosomal rearrangements and part of a developmental anomaly.
The reported patient here showed that the distal deletion at 4q34.3-35.2 and distal duplication at 2p24.3-25.3 was de novo. A patient with a deletion of 12.7 Mb of 4q34.1q35.2 had congenital heart defects, Pierre Robin sequence, intellec-tual disability, and dysmorphic features. 13 In addition, another patient with deletion at 4q34-q35 region had a phenotype resembling 22q11.2 deletion syndrome. 14 Our case also had 13.5 Mb duplication of 2p24.3-25.3. There are only a few cases in literature with duplication of chromosome 2 but not with the same breakpoints and these duplications were inherited due to parental structural chromosomal abnormalities. [15] [16] [17] [18] [19] To our knowledge, this is the first pediatric vascular ectasia case with a concurrent de novo distal duplication of 2p and distal deletion of 4q.
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